ey 208 I PP R AR AE Bt g A 2 I v 1) 1

ARAe ek EF ERa Rl R
CHEA I PO BEBE A BB, LR R 257025)

GEZE] B8 B B R IR ™ 2 2 e 6 A 5 1 00 o DA R oo B ok 00 7 B AR IR 45 v Y N2 R A1
FiE R AN R SR X 97 B R R 450 B OREAS UE AT Gt 64 K 35 D1 40E SR (copy number variations,
CNVO (14620 o F A R 254 X6 0 7 45 SR 0647 43 B - 5 A D 55 4k 5 366 TR A8 5 48040 )22 ( database of genomic
variants, DGV) | A& Y4 {0 /& 4% 5 5045 )& (database of chromosomal imbalance and phenotype in humans
using ensembl resources, DECIPHER) FI7E4E A 2 i 7 /K 35t 1% £ % & ( online Mendelian inheritance in
man, OMIM) # 47 H X, 88 CNVs 8B 0GR L. &R 97 FIARA 93 51 B 2l K6 ) 55 45 w5 3 2 I )
SEULL 0 A R 95, 8804 At Y L IR BR H S A7 B DA 23 ) b 5 0 BOm P AR 5
18 B Z A BORE SR, &g ek S n R E 0 i T 2R P L 38 D7 R W] AP
T PRG0S T R A Y R e R A R 3 AT G T R B A O T MR A A T
PR A5 R X 3 77 4 R AT I 7 3 AR A I 2 4R 0 7 R

[ MFHAR; 5 0HE R WY

[(FESES] R714.21 [Tk A

[Abstract] Objective To investigate the application of NGS in spontaneous abortion. Method NGS
were performed to detect for genome-wide copy number variations(CNVs) in 97 fetuses with spontaneous
abortion . All identified CNVs were analyzed with the references from database of Genomic of variant
(DGV), database of DECIPHER, ISCA and OMIM. Results 93 of 97 specimens could be successfully
detected. We identified clinically significant chromosomal aberrations in 54. 73 % of tested fetuses(52/95).
Among them,47 aneuploids and 5 abnormal CNVs were identified. Conclusions The main causes of spon-

taneous abortion are chromosome aberrations. NGS is a fast and effective method to detect the samples
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from spontaneous abortion. This technology is recommended to be applied to clinical.

[Key words] Sequencing technology; Variation of copy-number; spontaneous abortion
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